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Abstract
Systemic mastocytosis is a heterogeneous disease of the bone marrow with abnormal proliferation and inﬁltration of mast
cells in the skin and viscera, including the mucosal surfaces of the digestive tract. Gastrointestinal symptoms are frequent and
may include abdominal pain, diarrhea, nausea, vomiting, and bloating. A case of macroscopic involvement of the colon is
presented herein. It is important to recognize the endoscopic appearance of this disorder and to communicate the suspicion to
the pathologist so that special stains may be performed, allowing the information to contribute to the diagnosis. This article is
part of an expert video encyclopedia.
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Video Related to this Article
Technique
Colonoscopy.
Material
Colonoscope: 3870UTK; Pentax, Tokyo, Japan.
Background and Endoscopic Procedure
Systemic mastocytosis is a heterogeneous disease of the bone
marrow with abnormal proliferation and inﬁltration of mast cells
in the skin, bone marrow, and viscera, including the mucosal
surfaces of the digestive tract. There is a wide array of gastro-
intestinal involvement and recent studies suggest that it comes as
a close second-most common symptom next only to pruritus,
ﬂushing, and urticaria.1,2 In fact, gastrointestinal symptoms are
especially important clinically, due to the severity and chronicity
of the effects that they produce. The symptoms may include
abdominal pain, diarrhea, nausea, vomiting, and bloating.
The author demonstrates a colonoscopy in a 38-year-old
female with known mastocytosis and chronic diarrhea.
Colonoscopy showed macroscopic involvement of the colon
with ubiquitous small nodular and urticarial lesions sur-
rounded by circumscribed erythema of the mucosa. However,
it is important to note that the macroscopic appearance of
colon and rectum involvement of mastocytosis is not path-
ognomonic: Some authors described nodular and urticarial
lesions, whereas others reported diffuse intestinal tel-
angiectasias, small mucosal nodules with focal areas of edema,
or multiple purple-pigmented lesions.
The distinct endoscopic appearance of this disorder may at
times be seen and it is recommended that this information be
communicated to the pathologist so that special stains may be
performed, allowing the information to contribute to the
diagnosis of systemic mastocytosis. At present, there is no
effective therapy for this condition and the medical approach is
aimed at symptomatic relief and improvement of quality of life.
Patients with systemic mastocytosis should avoid triggers for
degranulation (e.g., exposure to heat, cold, acute emotional
stress, very strenuous exercise, alcohol). Commonly used
symptomatic drugs are H1 and H2 histamine receptor blockers,
ketotifen, cromolyn sodium, and antileukotriene drugs.
Key Learning Points/Tips and Tricks
• Gastrointestinal involvement is frequently encountered in
patients with systemic mastocytosis.
• Systemic mastocytosis is an important differential diag-
nosis in patients with intractable diarrhea.
• There are different macroscopic patterns of colonic
involvement.
• Histology and bone marrow aspirate are the mainstays of
diagnosis.
Scripted Voiceover
This is a colonoscopy in a 38 year old female with known
mastocytosis and intractable diarrhea with weight loss. What
you see here is the macroscopic appearance of colonic in-
volvement of the disease.
There are ubiquitous small nodular and urticarial lesions that
are surrounded by circumscribed erythema of the mucosa. Bi-
opsies from these lesions showed inﬁltrates of mast cells within
the mucosa and submucosa. It is of importance to communicate
this differential diagnosis to your pathologist since special stains
might be necessary to establish this diagnosis.
This article is part of an expert video encyclopedia. Click here for the full
Table of Contents.
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